Entrez PubMed 



Page 1 of 2 



NCBI 



All Databases 



Search | PubMed 



PubMed 



PubMed 



National f^lM 
Library 
of Medicine 



mm 



NLM 



My N( 



[Sign In] [Regis 



Nucleotide 



Protein 



Genome 



Structure 



OMIM 



▼ 1 for |gaucher di sease " 



PMC Journals 

Go Clear 



Bool 



Limits Preview/Index History Clipboard Details 



About Entrez 
Text Version 

Entrez PubMed 
Overview 
Help | FAQ 
Tutorial 

New/Noteworthy 
E-Utilities 

PubMed Services 
Journals Database 
MeSH Database 
Single Citation Matcher 
Batch Citation Matcher 
Clinical Queries 
Special Queries 
LinkOut 

My NCBI (Cubby) 

Related Resources 
Order Documents 
NLM Mobile 
NLM Catalog 
NLM Gateway 
TOXNET 
Consumer Health 
Clinical Alerts 
ClinicalTrials.gov 

PubMed Central 



Note: Performing your original search, gaudier disease, in PubMed will 
retrieve 2742 citations. 



Display 

r 



Citation 



EJ Show 120 ^J| Sortb y ^j| Sendt o g] 



AH: 1 Review: 1 & 



n 1: Blood Rev. 1998 Jun; 1 2(2): 1 15-33. 



Related Articles, Links 



Enzyme therapy for Gaucher disease: the first 5 years. 
Grabowski GA . Leslie N , Wenstrup R. 

Division in Human Genetics, Children's Hospital Research Foundation, 
Cincinnati, OH 45229-3039, USA. grabgO@chmcc.org 

Gaucher disease was first described by Philippe Gaucher in his 1882 
medical thesis. Gaucher's original concept was of an unusual epithelioma of 
the spleen. By the early 1900s, Mandelbaum recognized the systemic nature 
of the disease. Several children with Gaucher disease were described at the 
turn of the century, but Rusca described a rapidly progressive fatal 
neurodegenerative type of disease, i.e. type 2, in the 1920s. The 'juvenile' 
form (type 3) of the disease was described in Sweden in the 1950s. In 1965, 
the deficient enzyme, acid beta-glucosidase, was discovered and the 
lysosomal nature of the disease was elucidated. Currently, three variants of 
Gaucher disease have been defined clinically and are distinguished by the 
presence and severity of neuronopathic involvement (Table 1). Each of these 
clinical types has substantial phenotypic variation, but types 1 and 3 have 
significantly heterogeneous rates of disease progression and degrees of 
visceral organs involvement. The neuronopathic involvement in type 3 also 
has substantial variation in the age of onset and disease progression even 
within relatively isolated communities. An extensive review of the clinical 
and pathologic involvement by Gaucher disease is available. 
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